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familial osteochondritis dissecans
Familial osteochondritis dissecans is a condition that affects the joints and is associated
with abnormal cartilage. Cartilage is a tough but flexible tissue that covers the ends
of the bones at joints and is also part of the developing skeleton. A characteristic
feature of familial osteochondritis dissecans is areas of bone damage (lesions) caused
by detachment of cartilage and a piece of the underlying bone from the end of the
bone at a joint. People with this condition develop multiple lesions that affect several
joints, primarily the knees, elbows, hips, and ankles. The lesions cause stiffness, pain,
and swelling in the joint. Often, the affected joint feels like it catches or locks during
movement. Other characteristic features of familial osteochondritis dissecans include
short stature and development of a joint disorder called osteoarthritis at an early age.
Osteoarthritis is characterized by the breakdown of joint cartilage and the underlying
bone. It causes pain and stiffness and restricts the movement of joints.

A similar condition called sporadic osteochondritis dissecans is associated with a
single lesion in one joint, most often the knee. These cases may be caused by injury
to or repetitive use of the joint (often sports-related). Some people with sporadic
osteochondritis dissecans develop osteoarthritis in the affected joint, especially if
the lesion occurs later in life after the bone has stopped growing. Short stature is not
associated with this form of the condition.

Frequency

Familial osteochondritis dissecans is a rare condition, although the prevalence is
unknown. Sporadic osteochondritis dissecans is more common; it is estimated to occur
in the knee in 15 to 29 per 100,000 individuals.

Genetic Changes

Mutation of the ACAN gene can cause familial osteochondritis dissecans. The ACAN
gene provides instructions for making the aggrecan protein, which is a component
of cartilage. Aggrecan attaches to the other components of cartilage, organizing the
network of molecules that gives cartilage its strength. In addition, aggrecan attracts
water molecules and gives cartilage its gel-like structure. This feature enables the
cartilage to resist compression, protecting bones and joints.

The ACAN gene mutation associated with familial osteochondritis dissecans results
in an abnormal protein that is unable to attach to the other components of cartilage.
As a result, the cartilage is disorganized and weak. It is unclear how the abnormal
cartilage leads to the lesions and osteoarthritis characteristic of familial osteochondritis



dissecans. Researchers suggest that a disorganized cartilage network in growing bones
impairs their normal growth, leading to short stature.

Sporadic osteochondritis dissecans is not caused by genetic changes and is not
inherited.

Inheritance Pattern

This condition is inherited in an autosomal dominant pattern, which means one copy of
the altered gene in each cell is sufficient to cause the disorder.

In most cases, an affected person has one parent with the condition.

Other Names for This Condition

• fOCD

• OCD

• OD

• osteochondritis dissecans, short stature, and early-onset osteoarthritis

Diagnosis & Management

Genetic Testing

• Genetic Testing Registry: Osteochondritis dissecans
https://www.ncbi.nlm.nih.gov/gtr/conditions/C0029421/

Other Diagnosis and Management Resources

• Cedars-Sinai
http://www.cedars-sinai.edu/Patients/Programs-and-Services/Orthopaedic-Center/
Clinical-Programs/Sports-Medicine/Osteochondritis-Dissecans.aspx

• Seattle Children's: Osteochondritis Dissecans Symptoms and Diagnosis
http://www.seattlechildrens.org/medical-conditions/bone-joint-muscle-conditions/
cartilage-conditions/osteochondritis-dissecans-symptoms/

General Information from MedlinePlus

• Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

• Drug Therapy
https://medlineplus.gov/drugtherapy.html

• Genetic Counseling
https://medlineplus.gov/geneticcounseling.html
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• Palliative Care
https://medlineplus.gov/palliativecare.html

• Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html

Additional Information & Resources

MedlinePlus

• Encyclopedia: Short Stature
https://medlineplus.gov/ency/article/003271.htm

• Health Topic: Cartilage Disorders
https://medlineplus.gov/cartilagedisorders.html

• Health Topic: Joint Disorders
https://medlineplus.gov/jointdisorders.html

• Health Topic: Osteoarthritis
https://medlineplus.gov/osteoarthritis.html

Genetic and Rare Diseases Information Center

• Familial osteochondritis dissecans
https://rarediseases.info.nih.gov/diseases/4133/familial-osteochondritis-dissecans

Additional NIH Resources

• National Institute of Arthritis and Muskuloskeletal and Skin Diseases: Handout on
Health: Osteoarthritis
https://www.niams.nih.gov/Health_Info/Osteoarthritis/

• National Institute of Arthritis and Muskuloskeletal and Skin Diseases: Living with
Arthritis
https://www.niams.nih.gov/Health_Info/Arthritis/

Educational Resources

• Cedars-Sinai: Skeletal Dysplasia
http://www.cedars-sinai.edu/Patients/Health-Conditions/Skeletal-Dysplasia.aspx

• Disease InfoSearch: Osteochondritis dissecans
http://www.diseaseinfosearch.org/Osteochondritis+dissecans/5443

• MalaCards: familial osteochondritis dissecans
http://www.malacards.org/card/familial_osteochondritis_dissecans

• Orphanet: Familial osteochondritis dissecans
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=EN&Expert=251262
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• Seattle Children's
http://www.seattlechildrens.org/medical-conditions/bone-joint-muscle-conditions/
cartilage-conditions/osteochondritis-dissecans/

• TeensHealth from Nemours: Knee Injuries
http://kidshealth.org/en/teens/knee-injuries.html

• University of Connecticut Health Center
http://health.uconn.edu/msi/clinical-services/orthopaedic-surgery/knee-injuries-and-
conditions/osteochondritis-dissecans-ocd-2/

Patient Support and Advocacy Resources

• American College of Rheumatology: Osteoarthritis
http://www.rheumatology.org/I-Am-A/Patient-Caregiver/Diseases-Conditions/
Osteoarthritis

ClinicalTrials.gov

• ClinicalTrials.gov
https://clinicaltrials.gov/ct2/results?cond=%22familial+osteochondritis+dissecans
%22+OR+%22Osteochondritis+Dissecans%22

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28familial+osteochondritis+
dissecans%5BTIAB%5D%29+AND+english%5Bla%5D+AND+human%5Bmh%5D

OMIM

• OSTEOCHONDRITIS DISSECANS, SHORT STATURE, AND EARLY-ONSET
OSTEOARTHRITIS
http://omim.org/entry/165800
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